The neuronal endopeptidase ECEL1 is associated with a distinct form of recessive distal arthrogryposis 1507 1601 S250F variant associated with aromatic amino acid decarboxylase deficiency: molecular defects and intracellular rescue by pyridoxine
Relationships between age and epi-genotype of the FMR1 exon 1/intron 1 boundary are consistent with non-random X-chromosome inactivation in FM individuals, with the selection for the unmethylated state being most significant between birth and puberty Cover: Confocal micrograph of the ventral nerve cord (VNC) from late L3 Drosophila larvae. Using the mosaic analysis with a repressible cell marker (MARCM) method, homozygous motor neurons can be observed within the background of a heterozygous organism with single cell resolution in vivo. Here, co-expression of fluorescent markers highlights the normal distribution of mitochondria (mitoGFP, green) within individual wild-type motor neurons (magenta). Using this method, mutations that alter mitochondria trafficking that are ordinarily homozygous lethal to the organism can be introduced in a small subset of neurons to address questions concerning the specific role of mitochondria in axon degeneration. For further details, see the article by Kitay et al., pp. 1601-1614.
